SUMMARY We describe a female infant who presented with hypotonia and developmental delay. Her karyotype showed a de novo balanced translocation between the X chromosome and chromosome 13, with breakpoints at Xql3 and 13pl1. The normal X was late replicating in all cells examined. The cause of this patient's abnormal phenotype is discussed.
Case report
The proband, a female, was born at term by normal delivery (birth weight 2.9 kg) to a 37 year old mother and 31 year old father. The parents were nonconsanguineous, of normal intelligence, and had a normal son.
Neonatal examination revealed ligamentous laxity and marked hypotonia. She had hypertelorism, bilateral epicanthic folds, and a retrousse nose.
At 10 months of age, she was sitting with support (from 7 months) and reaching out for objects with an immature grasp. Her head control was poor and she had persistent hypotonia She had smiled at 3 months and rolled over at 7 months. Investigations showed a normal CK level (163 IU/ml), a normal 13; der(13) (13qter-cen--*13pll::Xql3--8Xqter); the normal late replicating X with its characteristic shadowed appearance; and der(X) (Xpter-cen--+ Xql3::13p11-13pter). using routine methods and analysed after trypsin G banding. In addition, lymphocytes were cultured with BrdU in order to demonstrate the late replicating X chromosome.
Both parents had normal karyotypes, but the proband's karyotype revealed an apparently balanced X;13 translocation: 46,X,t(X;13) (Xpter--Xql3: :13pll->13pter;13qter--13pll: :Xql3--Xqter) (figure). BrdU incorporation showed the normal X to be late labelling in all of 100 cells examined. As the normal X was late replicating in each cell, it was not possible to detect any spread of inactivation from the X to the 13 in the 100 cells examined. 
